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Paediatric Unmet need 

Rare Diseases, Paediatric Cancers, Neonatals……………we are  failing them
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Why ?
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Why ?

Fragmentation of Efforts and Data 

● Diagnosis, Care & Management

● Basic Research

● Clinical trial design

● Drug Development Pipeline

● Regulatory Pathway

● Access Pathway

● Policy
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The Duchenne Example
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MUTATIONS +++

DMD gene: one of the longest (2.3 mb)
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Duchenne & Becker MD

Evolving Natural History
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The History

 1860s, was first described by the French neurologist Guillaume Benjamin Amand Duchenne

 1950s the first NMD Patient Organizations were founded both in Europe and US

 1980s new Duchenne and Becker Patient Organizations have been created all over the world

 2000s they have evolved to a vibrant global network of advocacy groups that shaped a lot of 
the rare disease advocacy into the new millennium

 At the dawn of 2020s the Duchenne Community is not any more the grassroots collective of 
desperate parents that were trying to save their children

Although it keeps its strong drive, can-do mentality and passion it more closely resembles a well-
oiled advocacy machine that finances and shapes medical innovation and ATMs, co designs and 
influences Regulation and Policy in a global level. 
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45 MEMBER PATIENT ORGANIZATIONS FROM 38 COUNTRIES
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The DMD community is funding 80M $ from Research to Care and Medicines Development :

- Disease Prognostic Models 
- Preclinical research support 
- In Silico Development A.I. and Machine learning
- Animal models 
- Virus Development 
- ATM research like Gene and Cell Therapies, 
- Gene editing and Exon skipping technologies 
- Biotech and Spin-off seed funding 
- Regulatory Guidelines for DMD Developers
- Clinical Trails Simulation Tools development 
- Duchenne Platform Trials development
- New outcome measures development 
- PROMs and PROs development and validation
- Care Guidelines development 
- HTA and Reimbursement Models development 
- Exoskeletons and Supportive Digital Applications 
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The Results 
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Founded in 2007 with a strong focus on:

 Advocacy
 Policy
 Regulatory work

Global network of member patient organizations
WDO is member of EURORDIS and European Patient’s Forum (EPF)
WDO Board Members are involved in FDA and in EMA
Eligible member of the European Medicines Agency (EMA)
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PROJECT TO ASSESS VAMOROLONE SAFETY

➔ Leverage EU funding to deliver a DMD clinical trial

➔ Asse ss Va m oro lon e  sa fe ty a n d  e ffica cy

➔ How  to  u se  ve n tu re  p h ila n th rop y a n d  p oo l fu n d in g  to  co lle c t  

re sou rce s fo r se t t in g  u p  a  c lin ica l t ria l

➔ Re tu rn  o f p a t ie n t  d a t a  t o  p a rt ic ip a t in g  fa m ilie s

h t tp s://vision -d m d .in fo

VISION-DMD

This project has received funding from the European 
Union’s Horizon 2020 research and innovation 
programme under grant agreement number 667078. 



LEARNING & BEHAVIOUR ISSUES IN DMD/BMD

➔ Brain comorbidities are a burden to DMD/BMD families

➔ Aim s to  p e rfo rm  th e  la rg e st  d e e p  b ra in  p h e n o typ in g  e ffo rt  

fo r d yst rop h in op a th y p e rfo rm e d  to  d a t e

➔ Con sort iu m  t rie s t o  a d d re ss t h e se  ch a lle n g e s a n d  co lle c t  

d a t a  t o  d e a l w ith  t h e  p rob le m

➔ W DO w ill co lle c t  fe e d b a ck a n d  e xp e rie n ce  from  com m u n ity 

t o  id e n t ify p ossib le  com orb id it ie s, t h e ir p re va le n ce  a n d  

se ve rit y

➔ W DO a llow s ou t re a ch  to  m ore  t h a n  1.0 0 0  p a t ie n t s

h t tp s://b in d p ro je c t .e u

BIND P ROJECT

This project has received funding from the European 
Union’s Horizon 2020 research and innovation 
programme under grant agreement number 847826. 
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PATIENT-LED RARE DISEASE RESEARCH

➔ Project aims to connect patients via symptom similarity, 

in st e a d  o f t h e ir ra re  con d it ion

➔ Re a ch  u lt ra -ra re  n e u rom u scu la r con d it ion s a n d  ru n  p ilo t

➔ Op e n  fo r p a t ie n t s a n d  p a t ie n t  o rg a n iza t ion s, ca n  b e  u se d  to  

id e n t ify n e w  p a t ie n t s a n d  con n e c t  t o  o th e r NMD 

org a n iza t ion s

➔ JW MDRC a n d  W DO le a d  q u e st ion n a ire  on  h ow  ca rin g  fo r a  

ch ild  w ith  a  ra re  d ise a se  a ffe c t s e d u ca t ion a l a n d  ca re e r 

op p ortu n it ie s

h t tp s://sh a re 4 ra re .o rg

SHARE4 RARE

This project has received funding from the European 
Union’s Horizon 2020 research and innovation 
programme under grant agreement number 780262. 



CLINICAL TRIALS DELIVERED AT HOME

➔ Exploring opportunities for remote decentralized clinical 

t ria ls  (RDCTs) in  Ra re  Dise a se s if a p p lica b le  

➔ Asse ss t e ch n o log ie s a p p lica b le  fo r re m ote  m on ito rin g  

➔ Min im ize  t h e  p a t ie n t  b u rd e n  o f p a t ie n t s a n d  fa m ilie s 

p a rt ic ip a t in g  in  CTs 

➔ Op p ortu n ity t o  le a rn  from  o th e r st a ke h o ld e rs (t e ch , 

re g u la to ry, d ru g  d e ve lop m e n t ) 

➔ Fa c ilit a t in g  d ia log u e  w ith  re le va n t  st a ke h o ld e rs a n d  

d e ve lop in g  le a rn in g s a n d  n e tw orks fo r RDCTs in  DMD 

h t tp s://t ria lsa th om e .com

TRIALS@HOME

This project has received funding from the Innovative Medicines Initiative 2 Joint Undertaking 
under grant agreement No 831458. This Joint Undertaking receives support from the 

European Union’s Horizon 2020 research and innovation programme and EFPIA.



RARE NMD DATA HUB

➔ Improving quality and equity of healthcare

➔ Enabling the exchange of knowledge through teaching and training

➔ Facilitating translational research

➔ Focus on strengthening the collaboration amongst the 61 HCPs so 

that, when new members are proposed and endorsed, their 

integration is swift with minimum impact on the ERN’s activities.

https://registry.ern-euro-nmd.eu/

EURO-NMD REGISTRY HUB

This project has received funding from the European 
Union’s Horizon 2020 research and innovation 
programme under grant agreement number 947598. 

https://registry.ern-euro-nmd.eu/


Founded in 2015 with a strong focus on:

➢ Data

➢ Research  

➢ Training

➔ Patient-led foundation focusing on data collection and 
harmonization to facilitate and optimize DMD/BMD 
research & development. 

➔ DDF provides the framework and structure enabling 
research, knowledge exchange and education in the 
patient community and with other stakeholders. 





Interactive tool to centralise DMD information

Hub to connect global DMD stakeholders

Collect and analyse data to improve the lives of DMD families

www.duchennemap.org



About:

● Built in 2019

● Patients health data in one place: ‘Lockers’

● PROMs are collected

● GDPR-compliant

● Patient Informed Consent in place

● Double authentication

● Access  data through wearables

● Promoted internationally

● Undertaking a FAIRification process

(Completion date December 2021)

FAIR contact: Nawel van Lin

nawel@duchennedatafoundation.org

Duchenne Data Platform
A patient-led registry

www.duchennedataplatform.org

mailto:nawel@duchennedatafoundation.org


Aims

● Create a unified environment for data from 
different sources

● Facilitate the sharing and re-use of data and 
information

● Improve care and accelerate the discovery of 
effective treatments for DMD/BMD patients



BETWEEN HYPE AND HOPE

 Still the pathway is marked with many success and failures. 

 The boys live longer, have a better a life but still lose the fight with Duchenne. 

 Balancing between Hype and Hope the community still fights to keep the boys 
alive while keeping the Rare Disease in the centre of R&D and Regulatory 
discussions.
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THE CHALLENGES

● Many unknows in patient management and care 
● Many unknows in disease trajectory and evolving SoC
● Clinical Trials Design (ex. Master Protocol, End Points, Biomarkers etc)
● Data Issues and in Silo attitudes (# of Registries) 
● Collection of Reliable Data and Long Term Follow Up (DMD Post Marketing Registry)
● Pipeline issues , with many failing products but also Feasibility issues - # of drugs

Access to innovative therapies and good care
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WHAT THE FUTURE HOLDS?

Create collectively a blueprint to optimize the pathway from Research to Access;

● To develop technologies and tools together with the patients 

● To collect patient-centric, relevant, reliable and interoperable data

● To drive evidence/data based advocacy 

● To accelerate science/data driven drug development and care pathways

● To foster cooperation and collaboration between all stakeholders for the 
use of the data and these tools 
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WHAT THE FUTURE HOLDS?   

WORLD DUCHENNE ORGANIZATION

A lot of work  

We will build together an inclusive value framework where 
each stakeholder can contribute and where we can all co-
create to improve paediatric research and care  for the 
benefit of our children and our health systems



W H A T  W E  D O

THANK YOU!

ATHANASIOU DIMITRIOS, BA, MBA, World 
Duchenne Organization / UPPMD EPF Board 

Member, EMA PDCO Member
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